
Krabbe Disease
Evidence Review Group

Advisory Committee on Heritable 

Disorders in Newborns and Children

September 25, 2009

James M. Perrin, MD
Professor of Pediatrics, Harvard Medical School

Director, MGH Center for Child and Adolescent 
Health Policy



Recent Progress and Activities

Krabbe Disease 

ÅDraft report presented at May 12, 2009 

ACHDNC meeting

ÅFinal report submitted in July 2009

ÅAC Review today

Overview paper describing ERG process 

submitted to MCHB
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Krabbe Disease Overview

Autosomal recessive lysosomal storage disease

Mutations in galactocerebrosidase (GALC) gene

Progressive damage occurs in white matter of 
peripheral and central nervous systems

Four main clinical sub-types:

ÅEarly infantile (EIKD) ïmain focus of report

ÅLate infantile

ÅJuvenile

ÅAdult


